system and death by the age of 5 years. A typical cherry red spot is observed at the macula and sphingomyelinase activity is virtually unmeasurable?
Type B is the mildest form, with onset in late adolescence, marked hepato-splenomegaly, bony alterations and diffuse pulmonary infiltrates.
Although the central nervous system is apparently not involved, a macula halo may be present. Some nase activity is reduced to a variable extent? Type D disease is clinically comparable to type C disease and is also described as the 'Nova Scotia' variant, as it is found in the descendants of a family from that geographic area. In both type C and type D disease sphingomyelin accumulation occurs despite normal levels of sphingomyelinase activit! (Table I) .
Additionally, types E and 
CLINICAL CASES Case I
The propositus, eM., a 35-year-old woman and the second of five children whose parents were first Eye (1996) 10, 723-726 © 1996 Royal College of Ophthalmologists S. PAGLIARINI ET AL. cousins, was referred to us by a dermatologist for questionable bilateral ptosis.
Since the first years of life the patient had had 
